Case report
The patient, a girl, is the third child in a sibship of six. Her parents and sibs are phenotypically normal. Her unrelated father and mother were 25 and 23 years old, respectively at the time of her birth. Hereditary abnormalities are unknown among the relatives. Pregnancy was uncomplicated and delivery spontaneous and at term with a birth weight of 3000 g. The neonatal period was uneventful. Psychomotor development was slow during infancy. She did not walk before the age of 2 years.
At examination at 61 years, length was 110 cm and head circumference 52 cm. She showed slight hypertelorism and synophrys. Her ears were low-set and slightly dysmorphic (Fig. 1) . Two extra nipples were present on the thorax. Her fingers showed arachnodactyly and there was syndactyly between the second and third toes.
A bilateral restriction of pronation-supination movement was noticed. The flexion creases of the hands and feet were normal.
Neurological examination revealed only a subnormal motor development.
Received 28 July 1974. patient described by Ockey et al (1967) , it is uncertain whether the deletion involved the same fragment as in the patient of Golbus et al (1973) and our patient, namely the terminal G-band.
The anomalies found in these three patients have been listed in Table I 
Ophthalmological examination showed strabismus divergens alternans and pallor of the optic discs was found.
On psychological examination the patient showed poor mental development since intellectual assessment on the Wechsler pre-school and primary scale of intelligence gave scores of 50 (verbal IQ) and 45 (performance IQ).
Her behaviour was rather negativistic, probably as a reaction to her intellectual subnormality. She was very distractable, agitated, and hyperactive. She showed perseverations, echolalia, and other primitive reactions.
Radiological examinations revealed a normal osseous maturation and no abnormalities of the skull, the spine, nor the thorax. Just below the elbows radioulnar synostoses were observed. No abnormalities were seen in the intravenous pyelogram. The electroencephalogram showed only minor alterations with some excess of irregular slow components for the child's age. The pneumencephalogram gave a picture oftotal corpus callosum agenesis.
Routine blood, urine, and cerebrospinal fluid examinations revealed no abnormalities. Endocrinological tests showed no abnormalities (PBI; HI; T3; T4; Ca; P; cortisol rhythm; GTT; growth hormone). The 24-h excretion values of VMA, HVA, and 5-HIAA were normal. The data were also normal for SGOT, SGPT, LDH, LDH-isoenzymes, CPK, acid phosphatase, alkaline phosphatase, transketolase, and uric acid.
The dermatoglyphic data of the hands of the patient and her parents are summarized in Tables I and II . Both hallucal areas of the patient's feet showed loops which opened distally. The blood group and serum factor phenotypes of the proposita and her parents show no deviation from the expected inheritance pattern (Table III) .
Cytogenetic studies Chromosome examinations of the patient and her parents were carried out on lymphocyte cultures using a modification of the method described by Moorhead et al (1960) . Preparations of these cultures were stained with a modification (Scheres, 1972 ) of Seabright's method (1972) . (Pefia et al, 1974) or 49,XXXXX (Berger et al, 1973) . The autosomal dominant acrocephalosyndactyly syndromes (Holmes et al, 1972) in which radioulnar synostosis may also occur, could be excluded on the basis of the patient's symptomatology. The agenesis of the corpus callosum is probably only one aspect of a dysgenesis of the central nervous system and occurs in various syndromes with or without chromosomal aberrations (Warkany, 1971) . A recent review by Davidoff and Federman (1973) has put into clear perspective the findings of abnormal sex development in individuals with a differentiated gonad on one side, alone or associated with a streak gonad on the other. While mixed gonadal dysgenesis has been reported fewer than 70 times in the literature, the association of this syndrome to dicentric Y chromosomes appears to be documented in only six patients (Cohen et al, 1973) . The patient, a 15-year-old girl, was admitted to the Pediatric Service for evaluation of ambiguous genitalia. She was born in the Colombian countryside and although abnormal genitalia were noted at birth, she was not seen by a physician until the age of 9. No investigation or treatment of her disorder was undertaken. Details of the pregnancy, delivery, and early development are not available. The patient has three sisters and three brothers, apparently healthy. She was reared as a female but shortly before her 15th birthday, because of repeated comments by her sisters concerning her unusual genitalia, she asked for medical advice in Bogota.
Physical examination revealed a small, talkative, apparent female with a height of 134 cm and a weight of 47 kg. There was discrete temporal recession of the hairline but facial hair was absent. The palate was high arched. There was no evidence of breast development and the nipples were asymmetric. She had a mild pectus excavatum. No murmurs were heard on auscultation of the heart and the peripheral pulses were full and equal. The neck was not webbed and the thyroid was not enlarged. The upper extremities showed no cubitus valgus. The genitalia exhibited scant pubic hair and a phallus measuring 5 cm partially covered by a foreskin and with a blind urinary meatus (Fig. 1) . A small introitus and vagina were easily seen. Through an infantile speculum a cervix was visualized. The remainder of the examination was unremarkable.
The X chromatin on a buccal smear was negative. On a 24-hour urine collection the 17 ketosteroids measured 4.1 mg/24h (14.2 pmol/24h); the 17 hydroxysteroids 3.5
